Ocular findings in a case of fucosidosis MARJORY B. SNODGRASS From the Stirling Royal Infirmary, Scotland
In fucosidosis an inborn error of metabolism causes a deficiency of oc-L-fucosidase. The clinical picture was first identified by Durand, Borrone, and Della Cella (I966) and the biochemical abnormalities first described by Van Hoof and Hers (I968). Fourteen cases have so far been reported. The inheritance of the condition is autosomal recessive in type. In some cases relatives have been shown to be carriers of the defect with a level of a-L-fucosidase midway between normal and that found in the established disease.
Fucosidosis presents gross neurovisceral disorders and there are two clinical groups. In the first there is severe progressive cerebral degeneration with gradual muscle loss and spasticity leading to decerebrate rigidity and death in the first few years of life. In the second group the signs appear later and deterioration is slower. In addition to neurovisceral changes there may be gross skeletal abnormalities. Some cases in the second group have a generalized skin lesion which develops slowly and resembles the angiokeratoma corporis diffusum of Anderson-Fabry disease (Wallace, I973), but it differs in that the characteristic glycolipid material is absent and also the oc-galactosidase level in leucocytes and fibroblasts is normal.
The ocular findings in fucosidosis have not been described in detail. Gatti, Borrone, Trias, and Durand (1973) reported 'slight cloudiness of corneae' in some cases. Borrone, Gatti, Triad, and Durand (I 974) reported 'strabismus' with 'papilloedema with congestion and tortuosity of retinal vessels' in one case and 'thin and tortuous vessels' in an affected sibling (Ng, Donnell, and Kock, 1973) .
Case report
The case was the first to be recorded in the UK. Primrose ( 972) (Fig. 2) . The most striking feature is a generalized skin condition (Fig. 3) consisting of red to dark red macules and papules, especially on the breasts, thighs, and pelvic area. Blood can be expressed from some but not others, which appear papillomatous-especially in flexural areas. Histologically they are reported to be 'simple lymphangiomas with a marked angiomatous element'.
The eyelids have an antimongoloid slant. The distance between the inner canthi is 35 mm and between the outer 102 mm. There is an alternating concomitant divergent strabismus (-I5°to -20° (Fig. 4) 
